We report on a 2 year old boy with an apparently previously undescribed multiple congenital anomaly/mental retardation syndrome characterised by postnatal short stature, postnatal microcephaly, dysmorphic face, syndactyly 2/5 of the hands and 1/4 of the feet, and brachymesophalangy of fingers 2 and 5.
History
This was the first pregnancy of a non-consanguineous 27 year old mother and her 27 year old husband. The pregnancy was uneventful and delivery was by vacuum extraction because of protracted labour at 41 weeks' gestation. Apgar scores were 7, 9, and 10 at one, five, and 10 minutes, respectively. feet with cutaneous syndactyly of toes 1/4. A systolic murmur owing to a small atrial septal defect was heard but there were no further echocardiographic abnormalities.
At the age of 2 years 4 months, he was a severely retarded boy with short stature and microcephaly. Length An isolated mentally retarded patient with short stature, microcephaly, congenital heart defect, and a dysmorphic face with strabismus, bilateral epicanthus, and prominent philtrum was described by Wiedemann et al. ' However, syndactyly of the hands and feet was less severe with cutaneous syndactyly 2/4 of the hands and syndactyly 1/2 of the toes.
In conclusion, despite some similarity between a few published cases and our patient, there are striking differences which argue in favour of a distinct disorder. Thus our patient probably represents a hitherto undescribed 'new' MCA/MR syndrome.
